


















































































































WBC ９１２０ AST ２０ IU/L BUN １２ mg/dl
RBC ４８７×１０４ /ul ALT ２９ IU/L CRNN ０．３ mg/dl
Hb １３．２ g/dl ALP ２９０ IU/L 血中乳酸 ２１．６ mg/dl
Plt ３４．４×１０４ /ul CRP ０．２ mg/dl 血中ピルビン酸 ２．２ mg/dl
表３ ６歳以降の血液検査の経過
年齢 ６ ８ ９ １１ １２ １３ １４
乳酸（mg/dl） ２１．６２１．０２２．０２５．４１３．１ ９．４ ２０
ピルビン酸（mg/dl） ２．２ ２．０ １．８ ２．４ １．４ １．０ ２．７
AST（U/L） ２０ ２２ ２４ １８ １８ １４ １７
ALT（U/L） ２９ ３１ ３４ ２６ ２１ １８ ２３
CK（U/L） － － － － １６６ ６３ ５０




血中ピルビン酸（mg/dl） ３．１ ５．０ １．１ ０．４７
髄液中乳酸（mg/dl） ４２．５ １７．０
髄液中ピルビン（mg/dl） ３．９ １．１
シリーズ数／日 ４ ４ ２ ２ ０ ０ ０ ０
けいれん発作数／日 ８０ ２００ ４０ ３０ ０ ０ ０ ０
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患児 ３２．７ １３．０ １３３．３
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A Female Patient with Pyruvate Dehydrogenase Complex
Deficiency Caused by a Point Mutation of G２９１R Treated with
Administration of Sodium Dichloroacetate for １３ Years
Etsuo NAITO１），２）, Seishi SHIMAKAWA１）, Mio NISHIMURA１）
１）Division of Pediatrics, Tokushima Red Cross Hinomine Medical and Rehabilitation Center
２）Department of Pediatrics, Institute of Health Biosciences, The University of Tokushima, Graduate School
A female patient with pyruvate dehydrogenase complex deficiency caused by a point mutation of G２９１R has
been treated with administration of sodium dichloroacetate（DCA）for１３ years.
At １１ months, infantile spasms occurred in association with elevated blood and CSF lactate concentrations ;
these symptoms disappeared when lactate concentrations were lowered by treatment with DCA. After then,
DCA therapy was continued, and her condition remained relatively stable. At １３ years old, she developed
pneumonia and generalized muscle weakness, and was placed on mechanical ventilation and practiced in
tracheostomy. She has continued oral DCA treatment till now, and she shows stable condition without elevated
blood lactate and any side effects of DCA.
Key words : congenital lactic acidemia, pyruvate dehydrogenase complex deficiency, genetic analysis, mutation in
the E１α subunit, sodium dichloroacetate
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